The curious and rare form of splenomegaly which Gaucher first described in 1882 is commonly believed to originate in early childhood, but the majority of the forty to fifty reported cases have sought relief from symptoms arising in adult life. The modern view that the disorder is an inborn error of tissue metabolism would suggest that examples might occur and be discovered accidently in infancy. The object of this paper is to describe a case of Gaucher's splenomagaly where death took place at the age of four months. Curious symptoms pointing to some gross disorder of the nervous system were also present, and this appears to be so constant a feature of the few cases of Gaucher's disease in infancy already recorded as to constitute a distinct clinical picture, differing from Gaucher's disease in adults and presenting many points of interest in diagnosis and pathology. Papers by Oberling and Woringerl in France, and by Dienst2 in Germany, contain accounts of the dozen or:so cases already recorded, together with a full discussion of the condition and of the literature on this subject.
Case Report. For permission to publish the present case I am indebted to Dr. Hugh Thursfield.
Ronald D., was first admitted to the Hospital for Sick.Children, Great Ormond Street, at the age of ten weeks because the mother noticed that he was different from her other children, w6uld not hold his head up, and seemed abnormal.
Parents healthy, not related, not Jewish. There are three other children, a boy aged six years and a boy and girl twins aged three years. All these other children are normal and healthy and have no enlargement of liver or spleen. Dr. Frank Bevan of Hadleigh kindly confirmed this history by examining the children.
The child was admitted for investigation for a few nights only as he was being breast-fed. There was definite head retraction, the child lying in a position of opisthotonos with the arms folded on the chest, the fists being clenched. The pupils were dilated, equal and reacted normally. The optic discs were normal. The only other abnormality noted was that the spleen was very easily felt about two finger's breadth below the costal margin. The Wassermann reaction was negative in the child's blood, the cerebro-spinal fluid was normal and the Wassermann reaction of this was also negative. The mother's blood gave a very slight fixation of the cerebro-spinal fluid was again examined: it was not under pressure and was quite normal. (Htematoxylin and eosin).
MORBID HISTOLOGY. The splenic pulp was almost completely replaced by large cells, averaging about 30L in diameter (Figs. 1 and 2). Their protoplasm was clear, appearing faintly granular under high power. The nuclei were small and deeply staining. Groups of cells were found surrounding capillary blood vessels and also around the very occasional Malpighian corpuscles which were found. Staining with Sudan III gave the cells a very faint yellow appearance as described by Bloom3. After heating frozen sections to 100°C., and staining with Sudan III, as described by Graham and Blacklock4, much more of the fat stain was taken up by the cells.
The liver was similarly invaded by large cells, and here again groups around the fine capillary vessels were noted. The liver cells stained badly and in areas appeared to be necrotic.
No definite increase in fibrous tissue could be detected. The kidney showed some tubular degeneration but no Gaucher cells were seen, Discussion.
The possibilities in clinical diagnosis of an infant presenting the syndrome of (a) wasting without obvious cause, (b) head retraction, opisthotonos and muscular rigidity, and (c) enlargement of the spleen, are limited. Syphilis has to be excluded, and the slight fixation of the complement in the blood of the mother of the present patient can probably be ignored in the absence of any other evidence of this infection. Leukeemia The only difficulty which) should arise in the clinical diagnosis is to distinguisii the infantile type of Gaucher's disease from the closely allied Niemann-Pick disease. This point will be discussed later.
In the paper by Oberling and Woringer mentioned above there is an account of a family in which four out of five children died in the first year of life, apparently from the infantile type of Gaucher's disease as proved by autopsy in two of the cases. The clinical features of these four cases are fully described and the f'ollowing summary is intended to amplify the necessarily sketchyinformation about the present case. The occurrence of four cases in one family illustrates the familial nature of the disease, but it is not apparently ever hereditary. These four children were all normal at birth and after a variable period of weeks or months began to waste. Progressive emaciation ARCHIVES OF DISEASE IN CHIILDHOOD was associated with enlargement of the abdomen due to an increase in the size of the spleen and liver. The curious nervous symptoms of the disease, present in these cases, consisted at first of a striking apathy, the child lying in bed, apparently oblivious of all surroundings, never smiling and interested in nothing, not even in food. Added to this was the positive finding of head retraction and, later, opisthotonos with increased reflexes and the slow development of spasticity in the limbs. Spasm of the glottis occurred towards the end in some cases. Death took place from marasmu-s or from some intercurrent infection after a variable period from the onset of symptoms, during which irregular bouts of fever were present. Blood counts were normal, there were no hemorrhages into skin or mucous membranes and no discolouration of the skin was noted. At autopsy typical Gaucher cells, identical with those present in the adult form of the disease, were found in the spleen, liver, bone marrow and lymphatic glands, and only in these situations. The brain showed marked degenerative changes in the cortex.
These French authorities point out that the cases they describe bear resemblances to two other disorders. The rapid onset of nervous symptoms due to cortical degeneration in a previously normal infant is not unlike that in amaurotic familial idiocy. On the other hand the splenic enlargement proved at autopsy to be due to infiltration with giant cells suggests similarities with the Niemann-Pick disorder which must now be described. Niemann5 Corcan, Oberling and Dienst8 are as follows:
The children affected are born healthy, are frequently of Jewish parentage and the female sex predominates. Yellow discolouration of the skin, wasting, with enlargement of the liver and spleen, and certain inconstant nervous complications all develop after a few months, leading to a fatal termination before the end of the second year of life. The blood contains a great excess of cholesterol, appearing often quite turbid. The superficial lymphatic glands may become enlarged. Of the eleven cases reported up to 1927 two were mongols and three were examples of amaurotic familial idiocy in addition to the signs and symptoms attributed to the Niemann-Pick disease. At autopsy the lymphatic glands, thymus, and suprarenals may appear bright yellow while giant cells are found not only in the spleen, liver, bone marrow and lymphatic glands, as in Gaucher's disease, but also in the thymus, suprarenal 
